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MULTIPLE PTERYGIUM SYNDROME IN IDENTICAL TWINS. 
. The %%k%%%l~~ hA$%Eyh2 :G?tept Ped, 326 Hershey, PA. 

Mulliplc pterygium syndrome is a relatively rare 
disorder characterized by pterygia of the neck, axilla, 

digits, antecubital, popliteal and intercrural areas. Affected individuals 
may also have multiple congenital contractures and the diagnosis of 
arthrogryposis is frequently the presenting complaint. We describe 
monochorionic diamniotic female twins with multiple pterygium syndrome. 
The twins were born at 32 weeks' gestation to a  19-year-old G2 P1001. 
The suspicion of cystic hygroma in one twin was raised during ultrasound 
screening of the pregnancy at 22 weeks' gestation and the cystic mass was 
found in Twin B at delivery; it resolved in the first few days of life. Each 
newborn presented with flexion deformities of the upper and lower 
extremities, pterygia of the neck, upper arms, antecubital and popliteal 
regions. The most prominent pterygia involved the upper extremities and 
neck. Each had angular facies with micrognathia. Twin A  had left sided 
talipes equino varus with right side vertical talus. Twin B  has bilateral 
talipes equino varus. Twin A  had a cleft of the soft palate. Twin B had 
Tetralogy of Fallot requiring a modified Blalock Taussig shunt in the 
newborn period. Chromosomal studies showed normal female karyotypes in 
both. Although most cases are sporadic, some appear to be familial and may 
follow an autosomal recessive pattern of inheritance. Cardiac anomalies in 
this condition are infrequently reported. Twin A  responded well to 
treatment and was discharged to the referring hospital. Twin B remains in 
our hospital and still requires ventilatory assistance. Affected identical 
twins have not previously been reported. This diagnosis should always be 
considered on a  newborn with pterygia. 

HEMIFACIAL HYPOPLASIA, HYPOPIGMENTATION, 
AND DIGITAL ANOMALY SYNDRCME, DJ  E t e s o n ,  
C l a r k .  H  K a w u ,  a n d  Y S e t o e u c l L ,  
( S p o n s o r e d  by L J  S h a p i r o )  Harbor-UCLA Med 327 C t r ,  D e p t  P e d s ,  T o r r a n c e ,  CA, a n d  UCLA, 
D e p t s  P e d s  & P l a s t i c  S u r g ,  Los  A n g e l e s ,  CA. 

We r e p o r t  a  u n i q u e  s y n d r o m e  o f  c r a n i o f a c i a l  
a n o m a l i e s ,  h y p o p i g m e n t a t i o n  a n d  d i g i t a l  a b n o r m a l i t i e s  
i n  2 u n r e l a t e d  c h i l d r e n .  P a t i e n t  1 ,  a  5 y . 0 .  m a l e  of  
n o r m a l  i n t e l l i g e n c e .  h a s  r i g h t  f a c i a l  h y p o p l a s i a ,  
c o l o b o m a ,  c u p p e d  e a r ,  s e n s o r i n e u r a l  h e a r i n g  l o s s ,  
m i c r o d o n t i a ,  h y p o d o n t i a ,  a n d  f o c a l  a r e a s  o f  s c a l p  
a l o p e c i a .  T h e r e  i s  l i n e a r  h y p o p i g m e n t a t i o n  o n  t h e  
l o w e r  l i p ,  c h e s t ,  r i g h t  a r m ,  h a n d  a n d  l e g .  T h e  r i g h t  
2nd  m e t a t a r s a l  i s  s h o r t .  G r o w t h  a n d  d e v e l o p m e n t  w e r e  
n o r m a l .  P a t i e n t  2 i s  a  7 y .0 .  f e m a l e  w i t h  f a c i a l  
f e a t u r e s  i d e n t i c a l  t o  p a t i e n t  1 i n c l u d i n g  r i g h t  f a c i a l  
h y p o p l a s i a ,  e y e l i d  c o l o b o m a ,  f o c a l  s c a l p  a l o p e c i a  a n d  
m i c r o d o n t i a .  L i n e a r  a n d  s w i r l e d  a r e a s  of  h y p o p i g -  
m e n t e d  s k i n  a r e  p r e s e n t  o n  h e r  l e f t  c h e s t ,  s h o u l d e r  
a n d  r i g h t  r i g h t  l e g .  T h e  r i g h t  Z n d m e t a t a r s a l  i s  
s h o r t  a n d  t h e r e  i s  p o s t a x i a l  p o l y s y n d a c t y l y .  T h i s  
p a t i e n t  a l s o  h a s  i m p e r f o r a t e  a n u s  a n d  a  d o u b l e  
c o l l e c t i n g  s y s t e m .  I n t e l l i g e n c e  i s  n o r m a l .  

Chromosome a n a l y s i s  o f  p e r i p h e r a l  b l o o d  a n d  
n o r m a l l y  p i g m e n t e d  a n d  d e p i g m c n t e d  s k i n  f r o m  b o t h  
p a t i e n t s  was  n o r m a l ,  r u l i n g  o u t  m o s a i c i s m .  We p r o p o s e  
t h a t  t h i s  new s y n d r o m e  may i n v o l v e  a  d e f e c t  i n  n e u r a l  
c r e s t  c e l l  p r o l i f e r a t i o n  o r  m i g r a t i o n  c a u s i n g  b o t h  t h e  
f a c i a l  h y p o p l a s i a  a n d  p i g m e n t a r y  a b n o r m a l i t i e s .  

PROSPECTIVE MSAFP SCREENING FOR DOWN SYNDROME: THt 
BAYLOR EXPERIENCE. Frank Greenberg, Judy Garza, 
h r b a r a  Weyland, E l l i o t  A lpe r t ,  Esmie Rose (Spon- Jf329 -y= ~ ~ e a u d ~ a ~ ~ o f i  of Medj . - - -  
cine, I n s t i t u t e  f o r  Molecular Genet ics  and Departme 
of ~ ; d i . c i n e ,  Houston, Texas. 

Af t e r  t h e  i .nit i .al  r e p o r t s  of t he  a s s o c i a t i o n  of f e t a l  trisomy 
21 wi th  low maternal  serum alpha Eetoprote in  (MSAEP) l e v e l s  i n  
r e t r o s p e c t i v e  s t u d i e s  i n  1984, we began us ing low EtSAFP l e v e l s  
a s  a  means of s c r een ing  f o r  an increased r i s k  of Down syndrome 
us ing r eagen t s  from C l i n i c a l  Assays. I n  1985, a  t o t a l  of 4929 
women were screened,  of whom 312 (6.3%) had an  i n l t i a l  low 
MSAEP l e v e l s .  Of t h e s e  women, 217 (70%) had l e v e l s  below t h e  
l e v e l  of r e l i a b i l i t y  of t he  a s say  and a l l  bu t  33  had normnl 
l e v e l s  on r e p e a t  1-2 weeks l a t e r .  None of t he se  women had a  
f e t u s  o r  i n f a n t  with t r i s m y  21 by amniocentes is  o r  a t  b i r t h .  
Ninety-five women (1.9%) had l e v e l s  below ha l f  the  median. Of 
t h e s e  women, 12 had p e r s i s t e n t l y  low l e v e l s  on r e p e a t .  A  t o t a l  
of 21 amniocenteses were done i n  t h i s  group. Three f e t u s e s  
with t r i s m y  21 and one f e t u s  with trisomy 18 were d e t e c t e d ,  a  
r a t e  of 7.1% f e t a l  trisomy among those  women who had amniocen- 
t e s i s  f o r  low MSAFP l e v e l s .  No ca se s  of trisomy 21 were missed. 
Thus f a r  i n  1986, over  10,000 women have been screened.  The 
r a t e  of f e t a l  t r i somy i n  amniot ic  f l u i d  i s  about  3%. One 
i n f a n t  wi th  trisomy 21 i s  known t o  have been missed. 

AN OPHTHALMOLOGICAL STUDY OF PATIENTS WITH WILLIAMS 
SYNDROME. Frank Greenberg, Richard A. Lewis, (Spon- 
sored by Arthur L. Beaudet),  Baylor College of nedi- 3 30 c i n e ,  I n s t i t u t e  f o r  Molecular Genet ics ,  Department 
of P e d i a t r i c s  Department of Ophthalmology. Houston, 
Texas. 

Between J u l y ,  1982 and December 1986, 36 p a t i e n t s  wi th  W i l -  
l iams syndrome were evaluated .  The mean age a t  examination was 
8.2 yea r s  wi th  a  range of 0.5-43 years .  There were 30 wh i t e s ,  
2 b l acks ,  2  H i span ic s ,  and 1  Asian. There was a  tendency 
toward ocu l a r  hypote lor ism wi th  s h o r t  pa lpeb ra l  f i s s u r e s ;  t he  
mean inne r  can tha l  d i s t a n c e  was 38% f o r  age, whi le  t h e  ou t e r  
can tha l  d i s t a n c e  was 27%. Of t he  whi te  p a t i e n t s ,  23 had b lue  
i r i d e s ,  6  h a z e l  and 1  brown. A l l  6  non-white p a t e i t n s  had brown 
i r i d e s .  A l l  p a t i e n t s  wi th  brown i r i d e s  and,  i n  a d d i t i o n ,  s i x  
p a t i e n t s  with b l u e  and t h r e e  p a t i e n t s  with haze l  i r i d e s  d id  no t  
have s t e l l a t e  i r i s  p a t t e r n s .  Thirty-one percent  of t he  p a t i e n t s  
had s t r ab i smus ,  s i m i l a r  t o  previ-ous obse rva t ions .  Three types  
of o p t i c  d i s c  and vascu l a r  changes not  previously  descr ibed i n  
t he  syndrome were noted.  Rypermetropic d i s c s  were noted i n  13 
p a t i e n t s .  Seventeen p a t i e n t s  had simplex v e r t i c a l  branching 
and t h r e e  had s i t u s  i nve r sus  vasorum. Although the  l a t t e r  two 
f i nd ings  a r e  considered normal v a r i a n t s ,  they seem more common 
i n  Williams syndrome p a t i e n t s .  Accentuated r e t i n a l  va scu l a r  
t o r t u o s i t y  has  been previously  r epo r t ed ,  b u t  was not  p r e sen t  i n  
any of our p a t i e n t s .  I n  a d d i t i o n ,  no p a t i e n t s  had evidence of 
ocu l a r  mani . fes ta t ions  of hypercalcemia. Because of t h e  hi.gh 
i nc idence  of ocu l a r  man l f e s t a t i ons  i n  Williams syndrome, we 
recommend ophthalmologic eva lua t i on  of a l l  such pat i .ents .  

POSTNATAL PLAGIOCEPIIALY: PATHOGENESIS AND TllERAPY I N  LISCH NODULES I N  AN UNSELECTED POPULATION: 
40 CASES (1981-86). John M. Graham, J r . ,  Cather ine  E. 
Charman, Robert Chaisson, (Spon, by R.Z. Kle in)  . 328 Dartmouth Medical School,  Dartmouth-liitchcock Medical 
Center,  Dept. Maternal  & Child Heal th ,  Dept. of 
Surgery ,  (Sec t ion  of Orthopaedics) ,  Hanover NH 03756 

We r e p o r t  40 ca se s  of p o s t n a t a l  p lagiocephaly  seen over a  6  y r  
per iod (1981-86). Twenty ca se s  had mild t o  moderate plagioceph- 
a l y  (10 males, 10  females) due t o  muscular t o r t i c o l l i s  and r e s -  
ponded t o  ~ h y s i c a l  therapy and r epos i t i on ing  w i th in  t h e  f i r s t  few 
months of l i f e .  I n  3  i n s t ances ,  a  head p o s i t i o n i n g  dev i ce  was 
he lp fu l ;  i n  2  i n s t a n c e s  where no c o n s i s t e n t  therapy was a t tempted 
t he  c r a n i a l  deformity  p e r s i s t e d .  An a d d i t i o n a l  9  ca se s  had 
s eve re  p lagiocephaly  due t o  p e r s i s t e n t  muscular t o r t i c o l l i s  (8 
males,  1 female) .  When t h e  above measures f a i l e d  t o  c o r r e c t  cra- 
n i a l  symmetry by 5  t o  6  months, helmet therapy was i n s t i t u t e d  
wi th  e x c e l l e n t  r e s u l t s .  Another 5 ca se s  (3  males,  2  f ema le s ) ,  
had marked o c c i p i t a l  f l a t t e n i n g  from prolonged use  of an I n f a n t  
Sea t ;  3  improved wi th  r e p o s i t i o n i n g  a lone ,  wh i l e  2  w i th  a s soc i -  
a t e d  muscular t o r t i c o l l i s  r equ i r ed  e i t h e r  head pos i t i on ing  de- 
v i c e  o r  helmet.  Four c h i l d r e n  w i th  medical problems r e s u l t i n g  i n  
prolonged recumbency (CNS abnorma l i t i e s ,  i n t e s t i n a l  a t r e s i a ,  TE 
f i s t u l a )  and a s soc i a t ed  mild t o r ~ i c o l l i s ,  responded t o  s imple  re-  
pos i t i on ing .  Two o the r  c h i l d r e n  w i t h  un remi t t i ng  t o r t i c o l l i s  
due  t o  Kl ippel -Fei l  anomaly r equ i r ed  helmet therapy.  Neck s t r e -  
t ch ing  e x e r c i s e s  and r epos i t i on ing  were most e f f e c t i v e  i n  corre-  
c t i n g  plagiocephaly  when i n s t i t u t e d  e a r l y  i n  t h e  f i r s t  year  of 
l i f e .  When t o r t i c o l l i s  was s e v e r e  (more common i n  males) o r  due  
t o  under ly ing v e r t e b r a l  anomalies,  helmet therapy was e f f e c t i v e .  

PREVALENCE AND USEFULNESS AS INDICATION 
OF NEUROFIBROMATOSIS. C a r o l  L. G r e e n e ,  33 1 Wendy S .  M a ,  S h e l l e y  H_. C o l e m a n ,  M a r t i n  E. 
O h r l i o k  a n d  R o b e r t  A. Gordon  ( S p o n .  by 
Emmanuel S h a p i r a ) .  T u l a n e  U n i v  S c h  o f  Med, 

Human G e n e t  P r o g r a m  a n d  D e p t  o f  O p h t h ,  New O r l e a n s .  
L i s c h  n o d u l e s  ( L N s ) ,  w h i c h  a r e  f o u n d  i n  t h e  i r i s  i n  

n e u r o f i b r o m a t o s i s  ( N F ) ,  w e r e  d i s c o v e r e d  i n  t h e  o t h e r -  
w i s e  u n r e m a r k a b l e  p a r e n t s  o f  t w o  u n r e l a t e d  c h i l d r e n  
w i t h  NF. W h i l e  LNs h a v e  n o t  b e e n  r e p o r t e d  i n  t h e  
a b s e n c e  o f  NF, t h e r e  a r e  n o  s t u d i e s  w h i c h  t e s t  t h e  
h y p o t h e s i s  t h a t  LNs a r e  p a t h o g n o m o n i c  f o r  NF. Need 
f o r  a c c u r a t e  c o u n s e l i n g  o f  o u r  f a m i l i e s  p r o m p t e d  a  
s t u d y  t o  d e t e r m i n e  t h e  f r e q u e n c y  o f  LNs i n  t h e  g e n e r a l  
p o p u l a t i o n .  A l l  p a t i e n t s  i n  t w o  o p h t h a l m o l o g y  o l i n i c s  
w e r e  e x a m i n e d  by s l i t  l a m p  b e f o r e  d i l a t i o n  f o r  t h e  
p r e s e n c e  o f  LNs. T h o s e  w i t h  i r i s  t r a u m a  o r  s u r g e r y  
w e r e  e x c l u d e d .  I n  t h e  p r e l i m i n a r y  s t a g e  o f  t h e  s t u d y ,  
6 0 0  p a t i e n t s  h a v e  b e e n  s c r e e n e d  a n d  t w o  i n d i v i d u a l s  
d i s c o v e r e d  w i t h  o n e  o r  more  LNs. The f i r s t  is  a woman 
w i t h  o n e  s m a l l  LN w i t h o u t  e v i d e n c e  o f  NF by e x a m i n a -  
t i o n  o r  f a m i l y  h i s t o r y .  The s e o o n d  i s  a  man w i t h  
m u l t i p l e  a a f e - a u - l a i t s  a n d  a s e i z u r e  d i s o r d e r ,  i n  whom 
a d i a g n o s i s  o f  NF was  o o n s i d e r e d  f o l l o w i n g  d i s c o v e r y  
o f  LNs a n d  p r o v e n  by b i o p s y  o f  a s k i n  t u m o r .  

We s u g g e s t  t h a t  LNs may b e  f o u n d  i n  a  l i m i t e d  
n u m b e r  o f  i n d i v i d u a l s  w i t h o u t  NF. N e v e r t h e l e s s ,  we 
recommend e x a m i n a t i o n  f o r  LNs i n  t h e  o p h t h a l m o l o g y  
c l i n i c  a s  a u s e f u l  s c r e e n i n g  t o o l  f o r  NF. 
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